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A case of Tuberous Sclerosis with infantile autism, misdiagnosed as mental retardation with seizure 
lisorderis being discussed in light of the implication of the misdiagnosis. 
Autism is now generally considered 
to be a biologically determined behaviou-
ral disorder. A number of medical con-
ditions have been shown to be aetiogically 
related to autism. Tuberous sclerosis 
(T.S.) is perhaps the best documented 
genetic disorder known to be associated 
with autism (Win>< and Gould, 1979; 
Coleman and Gillberg, 1987). About 
5% of all autistic patients have T.S. The 
majority o! children with T.S. have in-
fantile spasms. The association between 
infantile spasms and i.ifantile autism is 
particularly impressive (Riikonen and 
Amnell, 1981; Hunt and Dennis, 1987). 
CASE REPORT 
L.M., a 12 year old girl from rural 
background was brought for psychiatric 
consultation with a long standing history 
of delayed development and bizare beha-
viour. She was the sixth of seven sibs, 
born of a non-consanguineous union after 
a prolonged labour, tier development 
was normal for the first four months, 
when she developed infantile spasms. 
These spasms were first noticed only 
during sleep. Later the frequency increas-
ed to around 20-25 spasms a day. Around 
the age of one year she started having 
generalized tonic clonic seizures. All 
milestones of development were delayed. 
Intellectual, language and social deve-
lopment were particularly poor. She 
hardly understood any instructions and 
needed constant help for even self care. 
She remained aloof, exhibited poor eye 
to, eye contact and laughed without 
reason. She could utter only two words. 
She kept on moving almost continuously 
throughout her waking hours and kept 
on touching and manipulating household 
articles. She had received intermittent 
tteatment for her generalized tonic clonic 
seizures. The seizures remitted when 
she was 11 years old. 
On examination she had adenoma 
sebaceum on the face, a shagreen patch 
on the lateral side of the left chest and 
early diastolic murmur in the mitral area. 
Mental status examination revealed a 
hyperactive, distractible child with very 
poor eye to eye contact and stereotyped 
repetitive movement such as clapping, 
body rocking, touching her face and the 
examiners hands repeatedly. She emitted 
incomprehensible sounds. On T.S. ques-
tionnaire, she scored 10/13 (score 7 + 
regarded as autistic behavior). There 
was no family history of any neurologi-
cal or psychiatric illness. However, very 
few of the family members have been 
examined for T.S. 
Investigations revealed numerous 
areas of calcification on X-ray skull and 
an enlarged cardiac shadow on X-ray 
chest. Electro-cardiogram showed a low 
voltage record with ST segment elevation 
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and T wave inversion. Electroencepha-
logram showed normal background acti-
vity with generalized sharp waves. I.Q,. 
asiessment put her in the category of 
moderate mental retardation. Multimo-
dal treatment with low dose haloperidol 
and behavioural techniques led to signi-
ficant improvement in hyperactivity and 
itereotype. 
DISCUSSION 
Psychiatric manifestations in T.S. 
are not uncommon, i'hey have been 
variously described as a primitive foim 
of catatonic schizophrenia (Ctitchley and 
Ear), 1932), catatonic schizophronia 
(Zlestow and Kleiner, 1965), severely 
socially impaired behaviour (Wing and 
Gould, 1970), or autism (Riikonen and 
Amnell, 1981; Hunt and Danms, 1987) 
with considerable overlap in clinical 
presentation. Hunt and Dennis (1987) 
fouti 1 40 of 57 mobile children with T.S. 
(70%) to show autistic behaviour at five 
years of age and 59% showed hyperkine-
tic behaviour. There appears to be a 
strong correlation between seizure disor-
der and mental retardation (Gomez, 
1979) and between infantile spasms and 
autistic behaviour (Hunt and Dennis, 
1987; OhUson et al., 19c*8). 
In this case there was clear evidence 
of autism alon^with mental letardation. 
Evidence suggests that even in severely 
mentally retarded children, the specific 
pattern of childhood autism can be relia-
bly identified (Wing and Gould, 1973; 
Riikonen and Amnel, 1981). Question-
naires specifically aimed at elucidating 
social impairment and autistic behaviour 
may be particularly helpful (Hunt and 
Dennis, 1987). Administration of halo-
peridol has been shown to result in statis-
tically and clinically significant decrease 
in hyperactivity, withdrawal, stereotypies 
and mannerism (Anderson et al., 1981). 
Misidentiflcation of autistic behaviour 
among severely handicapped childVen 
may deprive them of the potentially bene-
ficial affect of neuroleptics. 
Young children showing the combi-
nation of autism, mental retardation and 
typical or atypical infantile spasms should 
be suspected of underlying tuberous 
sclerosis (Gillberg, 1988). This suspicion 
should be entertained even in cases 
without a famih history of T.S. Promt 
and adequate treatment of infantile 
spasms and all seizure disorders may 
prove to be a crucial factor in determi-
ning the outcome of these cases. 
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